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4 <110> APPLICANT: Walter, Michael A. 

5 Jordan, Tim 

8 <120> TlllTir ISJoN: novel MUTATIONS IN THE FREAC3 GENE FOR 

9 DIAGNOSIS AND PROGNOSIS OF GLAUCOMA AND ANTERIOR SEGMENT 
10 DYSGENESIS 

12 <130> FILE REFERENCE: 07540/020003 

14 <140> CURRENT APPLICATION NUMBER: US 09/292, 862A 

15 <141> CURRENT FILING DATE: 1999-04-16 

17 <150> PRIOR APPLICATION NUMBER: 60/084,784 
IB <151> PRIOR FILING DATE: 1998-05-08 

20 <150> PRIOR APPLICATION NUMBER: 60/082,206 

21 <151> PRIOR FILING DATE: 1998-04-17 
23 <160> NUMBER OF SEQ ID NOS : 12 

2 5 <170> SOFTWARE: FastSEQ for Windows Version 4.0 

27 <210> SEQ ID NO: 1 

28 <211> LENGTH: 1978 

29 <212> TYPE: DNA 

30 <213> ORGANISM: Homo sapiens 

33 Sgc^grgarargcggcagc gcagccggac gcacagcgca gcgggcc.gc accagctcgg 60 
ccgggcccgg acLggactc ggcggccggc gcggcgcggc ccggcccgag cgagggtggg 120 

35 aoqcggcqqg cggcgcgggg cggcggcgag cgggggcc^St gcaggcgcgc tactccgtgt 180 
rcagccccaa Sccctrgga gtggtgccct acctcggcgg cgagcagagc tactaccgc, 

^7 raacaacccic qqcggccggg ggcggctaca ccgccatgcc ggcccccatg agcgtgtact juu 

38 cgcaccctgc gcacgccgag cagiacccgg gcggcatggc ccgcgcctac gggccctaca 360 

39 cgccgcagcc gcagcccaag gacatggtga agccgcccta tagctacatc Scgctcatca 420 
ccatggccat ccagaacgcc ccggacaaga agatcaccct gaacggcatc ta-agttca 4 

Ai trataaacca cttccccttc taccgggaca acaagcaggg ctggcagaac agcatccgcc d^u 

12 acaacctctc gcSacgag tgct?cgtca aggtgccgcg cgacgacaag aagccgggca 600 

13 agggcagcta ctggacgctg gacccggact cctacaacat gttcgagaac ggcagcttcc 60 

44 tgcggcggcg gcggcgcttc aagaagaagg acgcgttgaa ggacaaggag ^agaaggaca 720 

45 qaSqcacct caaggagccg cccccgcccg gcgccagccc ccgcccggcg ccgccggagc 780 
aggccgrcgg caacgcgccc ggtccgcagc cgccgcccgt gcgcatccag ^a-tcaaga 40 

47 ccgagaacgg tacgtgcccc tcgccgcccc agcccctgtc cccggccgcc ^^^^ttgggca 900 

48 gcggcagcgc cgccgcggtg cccaagatcg. agagccccga cagcagcagc ^gcagcctgt 960 

49 ?cagcgggag cagccccccg ggcagcctgc cgtcggcgcg gccgctcagc <=tggacggtg 1020 

50 cggat^ccgc gccgccgccg cccgcgccct ccgccccgcc gccgcaccat agccagggct 10 0 

51 tcagcgtgga caacatcatg acgtcgctgc gggggtcgcc gcagagcgcg ^^^^^^gagc 1140 

52 tcaqctccgg ccttctggcc tcggcggccg cgtcctcgcg cgcggggatc gcacccccgc 1200 
3 SgcgcSgg cgcctaScg cccggccaga gctccctcta cagctccccc tgcagccaga 10 

54 ccLcagcgc gggcagctcg ggcggcggcg gcggcggcgc gggggccgcg ^^gggcgcgg 1320 

55 qcggcgccgg gacctaccac tgcaacctgc aagccatgag cctgtacgcg gccggcgagc 10 

56 gcgggggcca cttgcagggc gcgcccgggg gcgcgggcgg ctcggccgtg gacgaccccc 1440 
5 tgcccgacta ctcLtgcct ccggtcacca gcagcagctc gtcgtccctg a^tcacggcg 1500 
II acaqcqqcqq cggcggcggg ggaggccagg aggccggcca ccaccctgcg gcccaccaag 1560 
59 gccgccCac c^cgtgg^ac c^gaaccagg cgggcggaga cctgggccac ttggcgagcg 1620 
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Input Set : A:\PTO.txt 

Output set: N:\CRF3\05012001\I292862A.raw 

II =^ " -'Fi iriS liH 
sb:; sss r.:?s^rc 
r= ir.r.s^ "i?:""^ s:"?r. s= SJS'" i^^s 

67 <210> SEQ ID NO: 2 

68 <211> LENGTH: 553 

69 <212> TYPE: PRT 

70 <213> ORGANISM: Homo sapiens 

72 <400> SEQUENCE: 2 ^ -r n^.r v^i Val 

73 Met Gin Ala Arg Tyr Ser Val Ser Ser Pro Asn Ser Leu Gly Val Val 

75 pro Tyr Leu Gly Gly Glu Gin Ser Tyr Tyr Arg Ala Ala Ala Ala Ala 

q r 20 ^ ^ 

77 Ala Gly Gly Gly Tyr Thr Ala Met Pro Ala Pro Met Ser Val Tyr Ser 
'79 His Pro fla His Ala Glu Gin Jyr Pro Gly Gly Met Ala Arg Ala Tyr 



45 

Rn 50 55 60 

81 Gly Pro Tyr Thr Pro Gin Pro Gin Pro Lys Asp Met Val Lys Pro Pro 

83 "r ser Tyr He Ala leu He Thr Met Ala He Gin Asn Ala Pro Asp 

l\ Lys Lys lie Thr lL Asn Gly He Tyr Tin Phe He Met Asp Arg Phe 

pfi 100 -^^^ 

87 pro Phe Tyr Arg Asp Asn Lys Gin Gly Trp Gin Asn Ser He Arg Hrs 

Pfl 115 120 125 

89 Asn Leu Ser Leu Asn Glu Cys Phe Val Lys Val Pro Arg Asp Asp Lys 

13 5 14U 
9°1 Lys Pro Gly Lys Gly Ser Tyr Trp Thr Leu Asp Pro Asp Ser Tyr Asn 

93 iet Phe Glu Asn Gly Ser Phe Leu Arg Arg Arg Arg Arg Phe Lys Lys 

\\ Lys ASP Ala Leu "s Asp Lys Glu Glu Lys Asp Arg Leu His Leu Lys 

Q fi 180 185 

97 Glu pro pro Pro Pro Gly Ala Ser Pro Arg Pro Ala Pro Pro Glu Gin 

Qft 195 200 205 

99 Ala ASP Gly Asn Ala Pro Gly^Pro Gin Pro Pro Pro^Val Arg He Gin 

ASP He Lys Thr Glu Asn G^y Thr Cys Pro Ser Pro Pro Gin Pro Leu 

"03 ser Pro Ala Ala Ala Leu Gly Ser Gly Ser Ala Ala Ala Val Pro Lys 

245 

1S5 He Glu ser Pro Asp Ser Ser Ser Ser Ser Leu Ser Ser Gly Ser Ser 

pro Pro Gly s!r Leu Pro Ser Ala ^rg Pro Leu Ser Leu Asp Gly Ala 

280 isoD 
fo9 ASP ser Ala Pro Pro Pro Pro Ala Pro Ser Ala Pro Pro Pro His His 
HO 290 295 300 
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RAW SEQUENCE LISTING DATE: OVOl/2001 

PATENT APPLICATION: US/09/292, 862A TIME: 17:57:52 

Input Set : A:\PTO.txt 

Output Set: N:\CRF3\05012001\I292862A.raw 

111 Ser Gin Gly Phe Ser Val Asp Asn He Met Thr Ser Leu Arg Gly Ser 

112 305 310 315 320 

113 Pro Gin Ser Ala Ala Ala Glu Leu Ser Ser Gly Leu Leu Ala Ser Ala 

114 325 330 335 

115 Ala Ala ser Ser Arg Ala Gly He Ala Pro Pro Leu Ala Leu Gly Ala 

116 340 345 350 

117 Tyr Ser Pro Gly Gin Ser Ser Leu Tyr Ser Ser Pro Cys Ser Gin Thr 

118 355 360 365 

119 ser ser Ala Gly Ser Ser Gly Gly Gly Gly Gly Gly Ala Gly Ala Ala 

120 370 375 380 

121 Gly Gly Ala Gly Gly Ala Gly Thr Tyr His Cys Asn Leu Gin Ala Met 

122 385 390 395 400 

123 Ser Leu Tyr Ala Ala Gly Glu Arg Gly Gly His Leu Gin Gly Ala Pro 

124 405 ^"^^ 

125 Gly Gly Ala Gly Gly Ser Ala Val Asp Asp Pro Leu Pro Asp Tyr Ser 

126 420 425 430 

127 Leu Pro Pro Val Thr Ser Ser Ser Ser Ser Ser Leu Ser His Gly Gly 

128 435 

129 Gly Gly Gly Gly Gly Gly Gly Gly Gin Glu Ala Gly His His Pro Ala 

130 450 455 460 

131 Ala His Gin Gly Arg Leu Thr Ser Trp Tyr Leu Asn Gin Ala Gly Gly 

2 465 4*70 4*^5 

133 ASP Leu Gly His Leu Ala Ser Ala Ala Ala Ala Ala Ala Ala Ala Gly 

134 485 490 495 

135 Tyr Pro Gly Gin Gin Gin Asn Phe His Ser Val Arg Glu Met Phe Glu 

136 500 505 510 

137 Ser Gin Arg He Gly Leu Asn Asn Ser Pro Val Asn Gly Asn Ser Ser 

138 515 

13 9 Cys Gin Met Ala Phe Pro Ser Ser Gin Ser Leu Tyr Arg Thr Ser Gly 

140 530 535 540 

141 Ala Phe Val Tyr Asp Cys Ser Lys Phe 

142 545 550 

145 <210> SEQ ID NO: 3 

146 <211> LENGTH: 12 

147 <212> TYPE: DNA 

148 <213> ORGANISM: Homo sapiens 

150 <400> SEQUENCE: 3 

151 agtaaataaa ca 

153 <210> SEQ ID NO: 4 

154 <211> LENGTH: 12 

155 <212> TYPE: DNA 

156 <213> ORGANISM: Homo sapiens 

158 <400> SEQUENCE: 4 ^2 

159 agtaaacaaa ca 

161 <210> SEQ ID NO: 5 

162 <211> LENGTH: 20 

163 <212> TYPE: DNA 

164 <213> ORGANISM: Homo sapiens 
166 <400> SEQUENCE: 5 
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RAW SEQUENCE LISTING 

PATENT APPLICATION: US/09/292 , 862A 



DATE: 05/01/2001 
TIME: 17:57:52 



Input Set : A:\PTO.txt 

Output Set: N:\CRF3\0501200I\I292862A.raw 



167 gcttcattcc gaatcaccag 

169 <210> SEQ ID NO: 6 

170 <211> LENGTH: 20 

171 <212> TYPE: DNA 

172 <213> ORGANISM: Homo sapiens 
174 <400> SEQUENCE: 6 

17 5 gtcccctccc tccaactatc 

177 <210> SEQ ID NO: 7 

178 <211> LENGTH: 13 

179 <212> TYPE: DNA 

180 <213> ORGANISM: Homo sapiens 

182 <400> SEQUENCE: 7 

183 gcccccgccg atg 

185 <210> SEQ ID NO: 8 

186 <211> LENGTH: 13 

187 <212> TYPE: DNA 

188 <213> ORGANISM: Homo sapiens 

190 <400> SEQUENCE: 8 

191 ggcgccgccg atg 

193 <210> SEQ ID NO: 9 

194 <211> LENGTH: 12 

195 <212> TYPE: DNA 

196 <213> ORGANISM: Homo sapiens 

198 <400> SEQUENCE: 9 

199 gggatatcga tg 

201 <210> SEQ ID NO: 10 

202 <211> LENGTH: 12 

203 <212> TYPE: DNA 

204 <213> ORGANISM: Homo sapiens 

206 <400> SEQUENCE: 10 

207 gggatatgga tg 

209 <210> SEQ ID NO: 11 

210 <211> LENGTH: 12 

211 <212> TYPE: DNA 

212 <213> ORGANISM: Homo sapiens 

214 <400> SEQUENCE: 11 

215 agtagtggta cc 

217 <210> SEQ ID NO: 12 

218 <211> LENGTH: 12 

219 <212> TYPE: DNA 

220 <213> ORGANISM: Homo sapiens 

222 <400> SEQUENCE: 12 

223 agtactggta cc 



20 
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VERIFICATION SUMMARY DATE: 05/01/2001 

PATENT APPLICATION: US/09/292 , 862A TIME: 17:57:53 



Input Set : A:\PTO.txt 

Output Set: N:\CRF3\05012001\l292862A.raw 
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